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Who can order first-

. . . Any Ontario physician can order first-tier testing, with the exception of genome sequencing
tier genetic testing?

which would be ordered by a specialist involved in the diagnosis and treatment of NDDs.

Some Genetics Clinics require that first-tier genetic testing be completed prior to referral This is

When to order first-tier
also the recommendation of the Canadian College of Medical Geneticists. Others permit referral

genetic testing?

while genetic testing is in progress, or may accept a referral without genetic testing. Check out the
referral criteria on the Clinic website or call your local genetics specialist.
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laboratory to order Chromosomal Microarray (CMA).

e Complete with as much information as possible, checking all applicable boxes, and
include available family history (even if non-contributory). The laboratory scientists
will use all available clinical information to interpret results.

GDD- Global Developmental Delay
ID - Intellectual Disability

I:b Determine if Fragile X Syndrome (FXS) testing should also be ordered and coordinate the blood draws (FMRI1
gene). This test would be important in an individual with a diagnosis of autism, GDD and/or ID AND one or more
of the following features:

Macro-orchidism
Macrocephaly, maybe mild or appear disproportionately large relative to body stature

Large or prominent ears, long or narrow face, tall forehead, high arched palate, prominent jaw
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Soft velvety hands, redundant skin on dorsum of hands, hyperextensible joints, pes planus, mitral valve
prolapse

Maternal relatives with a diagnosis of autism, GDD and/or ID

Maternal relatives assigned female at birth with premature menopause or ovarian insufficiency

Maternal relatives with adult-onset tremor, ataxia, or parkinsonism
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Maternal relatives with a known diagnosis of FXS or FXS related condition

E€ If you're a specialist involved in the diagnosis and treatment of NDDs and the individual has autism plus
additional feature(s) suggestive of a genetic condition, GDD or ID, consider offering genome sequencing. Refer
to Genome-wide Sequencing_Ontario for test requisition and additional resources such as consent forms and

information sheets
e Complete with as much information as possible, checking all applicable boxes, and include available family

history (even if non-contributory). The laboratory scientists will use all available clinical information to
interpret results.

e Ensure informed consent is obtained and documented

e Arrange for parental testing when possible. This significantly increases the diagnostic yield of the testing.

Requisitions and Laboratory contact information

CMA is a cytogenetic test and FXS is a molecular genetic test. (Links accessed Aug 2025) , ,
Refer to Genetics with

 CHEO Genetic Diagnostic Laboratory e North York General Molecular Genetics the results, unless the
o Website | Tel: 613-737-7600 ext. 3796 | Email: Laboratory results are normal and
glc@cheoonca o Website | Tel: 416-756-6791 the only indication for
o CMA - Requisition form o CMA - Requisition form testing was autism.
o FXS - Requisition form o FXS - Requisition form
e Kingston Health Sciences Centre Laboratory Services o SQijckKids Division of Genome Diagnostics
o Website | Tel: 613-549-6666 ext. 4219 (CMA) ext. o Website [Tel: 416-813-7200 ext.1 | Email:
4892 (FXS) molecular.lab@sickkids.ca
o CMA - Requisition form o CMA - Requisition form
o FXS - Requisition form o FXS - Requisition form

If you have questions, don't hesitate to call or email the Laboratory or gcConnect at
gcConnect@ontariohealth.ca or 1-844-564-4363 (GENED.


https://www.nygh.on.ca/care-service/genetics/laboratories/
https://www.nygh.on.ca/wp-content/uploads/2024/01/Molecular_Requisition_October_2022.pdf
https://www.nygh.on.ca/wp-content/uploads/2024/01/Molecular_Requisition_October_2022.pdf
https://www.nygh.on.ca/wp-content/uploads/2024/01/Molecular-Requisition-v14.pdf
https://www.sickkids.ca/en/care-services/for-health-care-providers/lab-testing-services/
mailto:molecular.lab@sickkids.ca
https://www.sickkids.ca/siteassets/care--services/for-health-care-providers/lab-testing-requisitions/snp-microarray-requisition.pdf
https://www.sickkids.ca/siteassets/care--services/for-health-care-providers/lab-testing-requisitions/snp-microarray-requisition.pdf
https://www.sickkids.ca/siteassets/care--services/for-health-care-providers/lab-testing-requisitions/genome-diagnostics-billing-requisition.pdf
https://geneticseducation.ca/find-your-local-genomics-expert/canadian-clinics#ln-ontario
https://geneticseducation.ca/find-your-local-genomics-expert/canadian-clinics#ln-ontario
https://www.fraxa.org/fragile-x-syndrome/
https://www.cheo.on.ca/en/clinics-services-programs/genetics-diagnostic-laboratory.aspx
mailto:glc@cheo.on.ca
https://www.cheo.on.ca/en/clinics-services-programs/resources/Documents/Genetics-Diagnostic-Lab/CHEO-5404-Cytogenetics--Laboratory-Microarray.pdf
https://www.cheo.on.ca/en/clinics-services-programs/resources/Documents/Genetics-Diagnostic-Lab/CHEO-5549-Molecular-Genetics.pdf
https://kingstonhsc.ca/laboratory-services/contact-us-laboratory-services
https://kingstonhsc.ca/sites/default/files/legacy/files/resource/khsc-kgh_site_molecular_genetics_requisition_revised_2019.02.01.pdf
https://est.omni-assistant.net/kgh-lab/AnalysisRegistry/AnalysisView.aspx?PK_Analysis=2468
https://www.ccmg-ccgm.org/wp-content/uploads/2023/04/CCMG-Position-Statement_Genetic-and-metabolic-investigations-for-Neurodevelopmental-disorders.pdf
https://geneticseducation.ca/find-your-local-genomics-expert/canadian-clinics#ln-ontario
https://geneticseducation.ca/find-your-local-genomics-expert/canadian-clinics#ln-ontario
https://gsontario.ca/
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First-tier genetic testing can
be ordered by any physicimn in:
* British Columbia
* Alberta
* Ontario
* Québec
* Maritimes

Referral for genetic
assessment may require that
first-tier genetic testing be
cump|e1‘ed| first. Check your
local Clinic's criteria.

First-tier genetic testing can cm|;-.f
be ordered by a Geneticist or
Specialist (e.g. developmental
pediatrician) in:

» Saskatchewan

* Manitoba

* Newfoundland and Labrader

(geneticist only)

(Links accessed July 2024)
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